Ehlers-Danlos with disease of the aorta and mitral valve  by Pearman, Charles M.
Available online at www.sciencedirect.comJournal of Acute Medicine 2 (2012) 128e130
www.e-jacme.comCase Report
Ehlers-Danlos with disease of the aorta and mitral valve
Charles M. Pearman*
Liverpool Heart and Chest Hospital, Liverpool, United Kingdom
Received 9 May 2012; accepted 10 August 2012
Available online 13 October 2012AbstractAwoman aged 46 years with a history of vascular Ehlers Danlos syndrome presented with atypical chest pain. She had previously required
a mitral valve replacement for mitral valve prolapse. She was found to have a Stanford type A aortic dissection and underwent aortic root,
ascending aorta, and hemiarch replacement. The features that should alert clinicians to aortic dissection are reviewed, along with a brief
discussion of the manifestations of vascular Ehlers Danlos syndrome.
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Aortic dissection is a medical emergency with a high
mortality.1 Although the most common risk factor is hyper-
tension, 20% of aortic dissections occur in patients with
connective tissue disorders2 in whom presenting symptoms
may be atypical.3 This report describes a case of aortic
dissection with nonclassical symptoms. Recent guidelines for
the diagnosis of aortic dissection are described, followed by
a brief review of vascular Ehlers Danlos Syndrome.2. Case report
A woman aged 46 years presented with a 3-hour history of
nonradiating central chest discomfort. The pain was not severe
and was eased with opiate analgesia. The patient had a past
medical history of Ehlers Danlos syndrome (type 4) and had
had a mechanical mitral valve replacement 7 years previously
due to mitral valve prolapse.
On examination, she appeared comfortable with a heart rate
of 85 and blood pressure of 99/40 mmHg with no deficit* Liverpool Heart and Chest Hospital, Thomas Drive, Liverpool L14 3PE,
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sound and a loud diastolic murmur.
Electrocardiography (ECG) showed normal sinus rhythm.
A widened mediastinum was seen on chest radiography.
Dedimer was elevated at >3000 (normal range <50) and
troponin T was normal.
Bedside echocardiography showed a dilated aortic root with
a clear dissection flap. (Fig. 1). There was disruption of the
aortic valve with a broad jet of aortic regurgitation. (Fig. 2).
The mitral valve replacement appeared to be functioning well.
An urgent computed tomography (CT) chest scan was
performed that confirmed a Stanford type A aortic dissection
extending from the aortic root down to the iliac vessels
(Fig. 3). The patient was transferred to the local tertiary center
where she underwent aortic root, ascending aorta, and hemi-
arch replacement as well as a femorofemoral crossover graft
for an ischemic leg. She made a good recovery and was doing
well at her most recent follow up.
3. Discussion
The classical description of a presentation of aortic
dissection is of an abrupt onset severe tearing chest pain
radiating through to the back, which subsequently migrates as
the dissection extends. Clinicians must be mindful that many
patients do not present in this manner and may have minimalMedicine. Published by Elsevier Taiwan LLC. All rights reserved.
Fig. 1. Two-dimensional echocardiogram showing aortic dissection flap
(arrow). AoR ¼ dilated aortic root; LA ¼ left atrium; LV ¼ left ventricle;
MVR ¼ mitral valve replacement.
Fig. 3. Contrast-enhanced computed tomography showing aortic dissection
involving the ascending and descending aorta (arrows).
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Marfan syndrome or those prescribed corticosteroids.3 Patients
may also present with symptoms secondary to limb or organ
malperfusion such as stroke or myocardial infarction if the
dissection compromises blood supply to these structures.
Examination findings may include a new murmur of aortic
regurgitation in dissections involving the aortic root. Many
patients will be hypertensive at presentation either as a pre-
morbid state or secondary to pain. Hypotension at presenta-
tion should alert the clinician to the possibility of cardiac
tamponade from extension of the dissection into the pericar-
dial space. A disparity in blood pressure between the arms is
seen in 26% of patients.3
The American Heart Association recommends urgent
investigation of patients suspected of having an aortic
dissection with one or more high-risk features from the cate-
gories of pain, examination findings or risk factors (Table 1).Fig. 2. Two-dimensional color flow echocardiogram demonstrating aortic
regurgitation.The case described above, while not demonstrating the clas-
sical high-risk pain features had both high-risk examination
and historical features and required urgent aortic imaging.
Aortic imaging is usually obtained using contrast enhanced
CT. Echocardiography can be used and has the potential
advantage of portability. Transthoracic echocardiography may
be useful in identifying dissection of the aortic root or
ascending aorta. It is less useful for more distal disease, and
sensitivity and specificity are hindered by potential image
artefacts and poor echo windows. Transoesophageal echocar-
diography has a sensitivity and specificity to rival CT but is
less readily available in many centers and does not visualize
the abdominal aorta.3
An aortic dissection creates a substrate for thrombus
formation within the false lumen. As the thrombus spontane-
ously breaks down, the fibrin degradation products can be
identified using the Dedimer assay. Therefore, Dedimer has
been advocated as a useful biomarker for excluding aortic
dissection. A recent meta-analysis reported a sensitivity of
0.97 but a specificity of only 0.56.4 This approach has not yet
been fully endorsed by current guidelines.34. Vascular Ehlers-Danlos syndrome
Ehlers-Danlos syndrome is a rare autosomal dominant
connective tissue disorder. The vascular or type 4 form
(VEDS) makes up only 5% of cases of Ehlers-Danlos
syndrome and is caused by a mutation in the genes that lead
to the normal synthesis of type 3 collagen.5 The consequence
of this is fragility of the vascular, gastrointestinal and uterine
tissues which can result in hollow organ rupture. Median
survival is 48 years with the most common cause of death
being arterial rupture.6 The peripartum period is especially
dangerous.
VEDS is associated with aortic dissection, often without
preceding aneurysm formation.7 Fragility of other large
vessels including the carotids and principal vessels supplying
the limbs has been observed, necessitating prudence when
considering vascular puncture.
Table 1
American Heart Association guidelines: High-risk features suggestive of aortic dissection.
High risk conditions and historical features High risk pain features High risk examination findings
Marfan syndrome, Loeys Dietz syndrome,
vascular Ehlers-Danlos syndrome, Turner
syndrome, or other connective tissue disease
Patients with mutations in genes known to
predispose to thoracic aortic aneurysms and
dissection, such as FBN1, TGFBR1, TGFBR2,
ACTA2, and MYH11
Family history of aortic dissection or thoracic
aortic aneurysm
Known aortic valve disease
Recent aortic manipulation (surgical or catheter-
based)
Known thoracic aortic aneurysm
Pain that is abrupt or instantaneous in onset
Pain that is severe in intensity
Pain that has a ripping, tearing, stabbing, or sharp
quality
Pulse deficit
Systolic blood pressure limb differential
>20 mmHg
Focal neurologic deficit
Murmur of aortic regurgitation (new)
Reprinted with permission. Circulation 2010;121:e266-e369. 2010 American Heart Association, Inc.
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association between VEDS and mitral valve prolapse (MVP).
Earlier papers using predominantly M-mode techniques
described a high incidence of MVP,8 while later studies re-
ported a similar incidence to matched controls.75. Conclusion
Healthcare professionals should be aware of aortic dissec-
tion and have a high index of suspicion in patients with
connective tissue disorders presenting with atypical chest
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